We describe a de novo terminal deletion of the long arm of chromosome 7 in a 5 year old girl with the Currarino triad, characterised by congenital anorectal stenosis, a sacral defect, and a presacral mass. Recently, this autosomal dominant trait has been shown to be linked to 7q36, the same region as holoprosencephaly (HPE3). The cytogenetic findings in the present patient with the Currarino triad provided further evidence that a gene(s) for the Currarino triad is located in the 7q terminal segment.
The Currarino triad (MIM No * 176450) is an autosomal dominant trait characterised by congenital anorectal stenosis, a sacral defect, and a presacral mass.' Recently, this trait has been shown to be linked to 7q36,' the same region as holoprosencephaly (HPE3) .3 Here we report a patient with the Currarino triad associated with a de novo terminal deletion of the long arm of chromosome 7. Case report The female proband was the second child of healthy, non-consanguineous Japanese parents. The mother and father were 37 years old at the time of her birth and had had a healthy son. The mother had no history of abortions or stillbirths. The proband was born at 37 weeks of gestation after an uneventful pregnancy. At birth, her weight was 2125 g, length 44.5 cm, and occipitofrontal circumference (OFC) 29.0 cm. Apgar score was 10 at one minute. She had had intractable constipation since birth. She had suffered from recurrent urinary tract infections up to 4 months of age.
She was first evaluated by us at 3 years 2 months of age because of marked abdominal distension owing to constipation. At that time, her height was 79.2 cm (-3.9 SD), weight 8.9 kg (-3.1 SD), and OFC 41.0 cm (-4.6 SD).
Physical examination detected severe stenosis of the anus and distal rectum. The main clinical manifestations were frontal bossing, flattened occiput, deep set eyes, telecanthus, short palpebral fissures, esotropia, low nasal bridge, short nose with anteverted nostrils, depressed nasal tip, hypoplastic columella, large ears, protuberant upper lip, downturned corners of the mouth, submucosal cleft palate, absent uvula, and overriding second toes. The development quotient was 32. 
